and there were no perinatal problems. Persistent hypertrichosis and his unusual appearance led to the examination of his karyotype and to a psychomotor examination (Gesell). The latter investigation was normal. When he was 21 months old, a new psychomotor test (Brunet-Levine) indicated global retardation that particularly involved his speech. A CT scan of the head showed hypoplasia of the anterior pits. On examination, the child had a persistent metopic ridge, ptosis and oedema of the upper eyelid, epicanthic folds, telecanthus, hypertelorism, bilateral coloboma of the iris and choroid reaching the optic nerve inferiorly, a broad nasal tip, long philtrum, large mouth with thin upper lip, full cheeks, pointed chin, short neck, pterygium, low posterior hairline, and cryptorchidism (figure).
Height, weight, and head circumference were all below the 3rd centile. The karyotype, stained by QFQ banding, was 46,XY,inv(2)(p12q14). The chromosomal rearrangement had been inherited from his mother, who was phenotypically normal.
Discussion
The case reported here is similar to those described by Baraitser and The interesting finding of the same chromosomal rearrangement in the present case and in the child described by Ayme et al2 may be merely coincidental, but it is also possible that odd numbers of crossovers in the 'inversion loops' of chromosome 2 caused a very small duplication or deletion of chromosomal material (which may be a reason for the risk of abnormalities in offspring of carriers).
Unfortunately, both the latter patients have been lost to follow up, but we suggest a re-examination of the karyotype of all the cases discussed here. In any event, we would like to draw to the attention of clinical geneticists this possible new syndrome and to suggest that patients with these characteristics need careful chromosomal analysis.
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